BRERKFEZFIR 2022 £5 47 55 3 8 ( Journal of Chongging Medical University 2022.Vol.47 No.3 ) — 313 —

PER R AW DOL:10.13406/.cnki.cyxh.002994

MenkesHi (1 I A . ZEAE A% B L DAY X

bm LA B R mLANW L RS E &L ERW L, S AL KRR L e
(1. FRIN TR 8 LB B Be /i g 4 LB B B R M LB BEBE s 2 L, JBIH - 4500004
2. b RE S — BB LB, db st 100000)

[ Z)BEM BT Menkes FRIIGRRHE FEQFRIBIEH AR S, Ak /00T 7 B 2016 4R % 2021 4R B H V55 W0
BN AL T AN A B JLFE B Bt , 28 1035 5 i 2 Pl Sk i e PR g SE AN RI2 R Menkes B 3, S58R .7 Hl&
JLT 2~6 AN & 12 shik e, Sk RMm B M, Bk O Uk ST | A58, 5 GIFEA s . 2 B8 LS IFME, JER T
F1, B AT BAIR I L 7 1) ) LI 335 0 W 2 1 1 S0 A | 20 200 R i 21 5 1 AT I LR T s, Sk MRA. W] DL SRk 94 11,
B EIGAEM, HAFAE SR BR , Sk i MRT 7R AE RS A il (1 Bt & B4 I i i 9 X R DFIGIAR S 155 i 2245
G, B R IAIRTE Ak B R RS 2 WL A R BT, 10U B SRR R . 7 B LG ATP7A 3R
FAR o 5 AN RIRE RHI AR, GEiR  ANSE 7 B LANGIR Ak SEAR R EEF R A 124 Menkes %35, R IL ATP7A $E[H 5
DFHIGEAE |35 B F F BB HASWT, 5 T Menkes WiEURTHE 257858 . (6 N & HGE T Menkes & 3471
Sl

[ <237 | Menkes ¥ ; NV TE M ;A TP7A SEH 5 BT

[hEH %S ]RT725.8 [ ZEkFRAERG ] A [ ¥z#5 B 85 )2021-10-09

Clinical, biochemical,,imaging and genetic characteristics of Menkes disease
Qiao Pingyun',Zheng Xuan',Chen Wan',Xu Kaili',Yin Xiaojing',Nie Lei’ ,Wang Yali',
Lii Nan',Chen Guohong',Yang Yanling’
(1. Department of Neurosurgery,Children’s Hospital Affiliated 1o Zhengzhou University/Henan Children’s
Hospital/Zhengzhou Children’s Hospital ;2. Department of Pediatrics ,Peking University First Hospital)

[ Abstract)Objective . To investigate the clinical phenotypes,imaging and genetic features of Menkes disease (MD). Methods ; Seven
children were analyzed who were diagnosed as MD by serum ceruloplasmin determination, brain magnetic resonance imaging and gene
detection in Children’s Hospital Affiliated to Zhengzhou University from 2016 to 2021. Results ; All the 7 cases had the onset to MD at
the age of 2 to 6 months,with backward intelligence and movement,sparse and curly hair,white skin,low muscle tone,abnormal
hair and face;5 cases were accompanied by convulsions;2 children had feeding difficulties, weakness , fracture and rickets.
Serum ceruloplasmin , erythrocyte and hemoglobin decreased and blood lactate increased in 7 children. MRA of the head showed
specific tortuous blood vessels and sparse branches. MRI of the head showed subdural effusion,backward development of myelin
sheath in white matter, intracranial hemorrhage ,abnormal signals in basal ganglia and corpus callosum,brain atrophy, cortical softening
and necrosis, hemosiderin deposition, etc. Two children had spontaneous fracture,and one child had obvious rickets—like bone disease.
ATP7A gene mutations were detected in 7 children, of which 5 were unreported new mutations. Conclusion ; Among the 7 children in
this study diagnosed as MD by clinical, biochemical ,imaging and genetic examination,5 new mutations of ATP7A gene were found,
which guided the family genetic counseling and prenatal diagnosis,and enriched the mutation spectrum of pathogenic genes of MD. A
case of MD complicated with fracture was reported for the first time in China.
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